rarechromo.org



=
=

I

=

1

x

O] MXto| LfE=2 =L

=
=

[

[

{5H A

o
F

=)
o=

a7

Kr

Bl

Jor

FMH O HF BX=

q

FEXE 228 AR o

k=1
=

=0|7]

=

FCH

I
I+

o}l

20z

8

pN|
=

fl

%

cHe g

=)

=

=

3PN;
M2,

—
=

=

x
JbX| D

=
=

d d
=

A
o

FLt

.

46712 HAMH|
o

=
=

=
=

I

= 270

|

=~
=

=

AH
Ha)2 2 O|R0fN ASLITC

LI 0f g2 2702 X A

b2 234el ¢

7
(i

o
|_
X

LICf.

=|
=

22 A
ZEX| 3 AE UL Of 46712 SAK|

MAh =2 a2t
QEL|Ct LI X| 44719]
(Ho|X| <

=]

=

so| FH 22BNtK| =

Of
9|

|

=

SLCE o 7

FOFRH 55421
t 79| Unique

(o2}
AN

A

UZE AR KA
o

[

1 =55t 22q11.2

g

)

Qe AL 20104 Unique
5

PubMed((www.ncbi.nlm.nih
.gov/ pubmed/)of| A
Z=X0| Unigqueztn &|0f

_/'\_
Unigqued
Lto|

o
6

I

otttel FAret H0ke| it

=

AN

AEHE (T 2371). At HAt7F =74 0] =[O A StLto|
MSHA & LI Th AL AT
(o]}

ASLICH M2k, TR 22| S &2 of A

ZEX| 3 e, VCFSZE

=
-

1t Unique

.I

=y

.

M 2l =| S LI e
(=]

1| AS L CE O
=

[
(=13
St

=

Kpof A
Unique-= 0| MXof A

OfL|2} ChE & A of A

20| OfL|7| W=0f O

HelE o

XH
Al

LIt O

{[n
o3

H
H

L=}

2oz}

UELITH 4 A

7Hx|

S 7hsg


http://www.ncbi.nlm.nih.gov/
http://www.ncbi.nlm.nih.gov/
http://www.ncbi.nlm.nih.gov/

QAELICH E3h, CH2 SMALS, B, Bl M2 E Tsto| Qe AlRte] 2 27, X
S2 AN SChs U A0IME o HLiCH

22q11.20] CHSHO] = P
MK = SOOZ = 4 QX|BH TetH0|ZOR HMSHO! HTYSHE s b
27 g0 | £ JI2ENE WOl SSH HHY 2H USS Y | =

4 QILICE Of0|o] PAMKIE O WOz mE, HAE 2Eo| 2 4 e
A FAK| o Of = HE0| £AE| QL] O SHO| ZA EYEX] 11.21

o % U UCH BRI, T7lel B9 ZAE ol B &) B2 55

QloflA] 47l LEHE Ol A W o2 ofo|o] AMKT} HAE o=

S92 & ASLICH T2, 22q11.2 ZA0| QUX|BH OFE| FICHE|X] q

%S AZSE QUALICH EX 50| DNA 248 TI0| Brafu 4 arm
QA& LI O A0, VCFSO St HEH At2| S8 [FISH; (2
Fluorescence In Situ Hyridization]0|2t= 7|=2 O|8¢t7| = 2tLICh 1333

7t Z| 20| AFEE|7] AlESH 7|2 2+ O0r0| 3 20{2 0| (microarrays; array-CGH)7t & LICt.

0l 7|52 QMK Heto| 2N ZAE L S2E DNAZH YK & 4 YBLICH 0jo| 2200l

A
=
o

~

Pl
mn

O|Lt RTAtSl EF 250

rot

E
=

S o 7, = 7, Ml 7, 52 otof| SleXl S8 BOoE +
UAELCt Nl EHn|E4e2E = 4= gle O/ ofF e ZAUSE 0[N Z 2 (microdeletions)
St
o] SAK| 228 CHO|O{ DAHO A BHEC| Mz = Thebut ZFeto| BtLbE R (the centromere; A H)

H AZLICH 22g11.2 240 A= ARIE2 ql1.2 HET BHEHS 2
SIAL REXMCRE gl = UL LICH o|H AHEZ 572 & (interstitial deletions) 0|2t £ E=0,
& |TF 228 MK Fretol CHE HHEZ0l q129f
2 HHE = 9F 3002719 & 7| (base pairs)S 7HA| 0 UL Ct, Ty
t 228 MK (MM B OHE ES) TH
M

ms
Q B
|o
tu

o
q132 A7 M2 YL
Al

d= UM, A #He =HES &M oM 2HE T Robert
ShprintzenO|2f= 2| AHOY| 2f8f HH A& LICH FEBH 1960 H Angelo
DiGeorge2t= 2|AtO] 2|8l 7|=E = DiGeorge syndrome(Sedlackova
1955; Strong 1968; Kretschmer et al, 1968)0|2t 1= = & L|C}.
22q11.2 deletion syndrome(22q11.2DS)2 1992'F velo-cardio-facial
Z 271t DiGeorge 32 T0| 25 22¢g11.2 Z 4 (Scambler 1992)0f

.; VCFS EE-= Shprintzen syndrome(Shprintzen 1978, Meinecke 1981)2

__ Base pairs

bp = base pair o|3t HO|ale HS S S MO Ol |C
Kb = kilobase pair or 1000 base pairs olet Aoler= AS Bdet » SEHUSHOL
Mb = megabase pair or 1 million base



MM HAF Aot
00| 2| FAIKI2| Of = 0| EAEIAEKIO Choh TS IAL; RUAEATL HBSHS
& U2 HYULICL K7L O{EH TSI YEXIO) Ch3 SHHEI|Y

FO{ & HIH vCrsel 32, Chaat 20| 217t L2 5= ASLICh

46, XX, del(22)(q11.2q11.2)dn

46 Mz A= M SAMH =X}

XX T 0ol HEMA, HE2 XY; od2 XX

del Z %2 (deletion)

(22) 22 FAKof Z40| ACt= 2lO|

(q11.2q11.2) SAH|of = 7Hel E2joj2 ZRIEYL Q=0 & 22q11.2 BHEO| A2, O
Boj=2 ZQRIE Atojof| = ERE2 ZHE USLICH

dn Ol ZH2 de novo, & ME7 Y= ACt= QO YL|Ct £

o

I

10

MY o0R
1=

=t

H-|

o
HABIEA| B 22q11.20] ZAO|LF CHE BBk} QI LICE 0] ZAE 70| o
715 U REE 2L OILID 1S 5 Olo|fH AN HSOR WS BouS

olojguch.

|0

=2 GMA AL, 2REE2 24 7|2l FISHL array-CGHEHE
L|ct, O

[==]
|2 32, dAF Z2ats T2l GAIME LIEHE 5= ASLICH

6 M=o e &
XX = Hel dEMA|, Fd2 XY; 082 XX
ish o2 Rt2| 28 - (FISH; fluorescent in situ hybridization) AHE
del ZA40| Uct= 9lo|
(22) ZAdo

| GAK| 2280 AS

(q11.2q11.2) HMHjof = 74| Efo|a ZQAET}L Y=
7ol 22f0|3 ZQIE Ato|of Qe HEES Z

(D22S134-) D22s1342t1 2= 3t 7H2] DNA Z=ZHO}74)0|

arrfhg19] 22911.21(18894865-21808980)x1

arr 242 array-CGHEhE &S A2
hg19 “Human Genome build 19”0|2t= 2(0], O|= F[of U= F7|WE 2|0[St= =X}
(1889486511 21808980)7+ & 115I= DNA &MY, 217t FHH|of Chot o B HEI}
[e]]

ot
XM, 22 HTO| LI2 = U1, O] I %At ZFHE &= US
22g11.21 G| 2210 = 7Hol 2f0|=2 ERIET} L, & T q11.21 #/X|0f
20| ZAEQUrte oln|
18894865-21808980 1889486511+ 21808980 AtO|0f QU= Y7|MEL AME|N
ol = XA BB, 2,914,115 2.91Mb)7} LH2. 0|2 2
x1 Ol= 9lo &7|’¥ 20| 2717t ofL 2t 1742t UCHe o|O] (YHtHo 2= 20

FAHIO 242 SHLHY 9L0{oF B

4



H
X ~
Mm._l Ol_ - mLQ
ol © 1 o _ 10 S = [ N o
Rz . 5 % N T S Ny N 5
L N S %0 70 KRS TeHad .5 g
ul o S 3 = e <0 N AR A I Kl = T
.“__H.E.roLIA_“_H ) 11 N |y C_Lﬂ._ |r_._.__u e}
R . = 0 9 <+ Jol a
- — o% —~ _.7_._._m ALOVo_v —_ S
g X0 o o ol Do oo W — < H oo
Broi =) 5 Ko S 2 W EFE SO ol oo
T I ot T VEZS 22 o T
O|_O_._.__|_I_.___._._ I3 | - mnﬂ_ _ll_o__”_ = |_||_ =0
- =0 N B HH g 55 K 10- A
mi of JF OF 30 4 1 W =58 5 ~—JO —
mwa Klo oF T 1H SR W _ N o &
Szl RO R g T Koy D N
= T X ol 2 o7 o W s m 2 <o ol
r_unm.__m_. LH Jod = —~ ._o_.u_lo_:._._._lo ] o moo_a
g T2 S T wiTMand Ty Zo
m Ko pH < Tr oo MNoom W oy A H = Rl
RN d - sim @Sz Sax Hm s
- L\ — o< Jo hy o < —_ or
T DT i T K@ RIEEELTp Da Ta
= %0 =N 2 ) o3 B ol g0 N NV — oon
n_m_._x_o%m_.x 10! [ A_lm_.ﬂ ._O._M |__._|I__I_._._o._|__“HJ_EI J||__A_| KO Kjo
o O - olJ I_Ou_ <5 31 = = — O & __ N L M0
T ol - ool K 2% gy U A orX _. Q0 <0 ST
- SHEHSL L WE IR T Ny KOro =
“LWE.@HOr 2 ~ g sy — R0 L&.MOWW_F__O__N K U
S <M m.D| ar m_m o0 o of _.7_._..., R il U 1 .c__a 0 _.__E _ll_a RU o
A S M A#%_*___ MR T moll o g
T e P &g bo px OCeyyrsTy e cf
OF N o - DU T 0o o_._&.HmEEw._._n;e._) _ S5
K = = ol ol = o = T ol HSF 2 L_._O >
TSl o a® Wi T3 o om % 58 = olJ
vy 2w o o Tl T2 Hypa®y Qo 3R R0 Wy,
mr g H=xdn s® s pgrwwmadssl Oy Wl
=8 ol 0 X7 oF — OF o KO _A_OO_._ Rrouo oz ol I o o = o
%M__uGW@AoH_.m_wA_. Hm}ﬁo T 0 B _._.._Emo._u.__uruunGIE._M_. =
< I(r\ OmA_A( o u oY 1 = LII.IW.Hl.: WILI
:A__meimwu%mE% nom:_o__uommxeuﬁéo_nm&%Humue.,ﬁ? z R
Ezmamfm%mmax_oa“omwmDrom:_:_am;m_ma_mas.y%z7ML|+.O_E
ﬂoAlrm.._ldmmﬁ._o._k_|§oﬁa_n_2As_._Ll.mM R o N N Yn
= ™ Ko O ol e B2 N n A o 8§ « 7T 7
mMy____E____mEnom;Eol_ol_nﬂxﬂmalﬁno,lzmluumwAT:m1|_|_A_H§
o = TR T i A - I JRMI o< Ko
9é__m_:unmue_ﬁﬂuﬁﬂueaﬁ:m_%x_.n_xnm_ﬂ,mm_m_u_moﬂ_:m 2_”__._mAI.uE
L oF Ky Nukor MO G N TR
€[ m oot AN « U of M ok

ool =

[

[

7|74 X|

=X}
=2 &=

C
—

—

X
Ot0|= SHME= SEO0| f5HAH LHEfLE

£ OtO| 7} EfOfLt

fo| A

F=A
o o

e
=Fo

O 0f2 ZO|shM ECt
BRE A& 22112 4

A& LICH

F



1(&71)
L}

3

=]
=

(L
S

2

—

i)
&2tOF

A

o)
[==]

.
O

I:

of

=

=

Al

O

7] W&
A HAL

FRI 2

.

EE AlIZHO| XLt
o

81| LtEL

Lch
=5

—
WL

=
a

A
sfZguch(Ee
L=
7-

I

[u]
=

!

=

=
ofloF &

= AMESA

=3

T

of 21g|0f RAELICH(18% Adults with VCFS
ALt 82

q

[

.
(=

A7t

=
=
[=13
St

=0
0| ©

=

=

=

IR}

k=l
=

OfEH7tR?

olLt cte &7

b

—
()

T —
RS
=2

—_

SSEIAL, VCFSZt QU= CHEH2| OF7| S 2 AZHO] XM MEOHX| AL &2 S3l

Ot7| 7t Aeto] Uct= AE OF7|7t EfOf it
/EsE FHER 229112 E4

of
AE
VCFS7t

3 S
g Ko s
£ o = g
) [ — 0 < - U
;m_.u__uu . ol |3 mmm_Wo_IU o
%HAAT o m___l__m._ T ™ &5o o_=.__._.__
o 1oL L — ~ o o oT Q= U
Zanoo | D> o g5 =2 u O o_o._o._
8 T Jo S F HHEW1.}|%0+O
K=l [ Ir..Ae. |H‘/_n._u K
u [ o 1 LIS
R aEIT = TEHSE Mg
o ¥« = £ O <d 4 = § ot .
o ™ = Ko oI 3 = = R -~ os 1o
= o ° = 0 0 T sume §AS
= ol T oo ~ N o = 9 52
[ — <0 W I NS O - RO o= <05
= o8 ° K T = Ty ~NK T oD O, 9
Qo <fawg 2 e wTL >0
oG s DT T8 T yElly d R
5 & Q) L T S @ ITH S KF M
T om s H S QO K2 = %1 = K & Ko %
_ R e m_mm__'b% T ot mz ok - U3 F
.moH_x._U IR <@ ﬂ|r_._:|nn._u._m._ [SIEa)
9 — e J— -
Se®may SR 2 azwuf oyoR
o 32§ DX R U o 3oz
L L _._.I th ~ 3T .S x::) ol o1 X RO mr ﬂo
mln/v.ﬁwo_:._%. of — ol & mN o g ._/01__ =0 <
or Wl ool =) o KM X0 K| & <0
4 Ko %o = K BT e < o~ o NK ool
e mH RS e Ra g N K of
o oo o= on Mmoo W W2 oo O o
U0 s = R =% ™5 bk oW
JEFS wgT oo Fooawy @ g E
= KO Kto ol H
My °0 57 s Mg W,H U _.__|=_._MW u._MoH
QKo oro I Es¥wy sk gl 5 0
9 - & S 3H ¢ 2 55 © W o kol ~ o o
> = 33 oF &
_._._._O_u_o__ %MDL:
ol = Ko & .AMo_m._
o 4 tH o/l 0 _.I/ﬂ
/oy om A q <
Koo g M o o oy
X w 00 F G|E=_.}.A
- 2 =3 & Ol qo
=) @W% O up = I
w § T o o 2 st
B <p W NI
oy 3 g O o
F P G
ofl T H H o T o

L ct.

F

=

S

2

A



==
tES2 F2 AE72|0|H, VCFS7t A= EAtE
- = =

ol Al 2
| A= 2 CHA| A LE2)7F LO{LEY| T2 LI Unigue Z= AL

30%7} 7t
LICt AAte] Of2{20f
M=o, ot7|& & 329 10|

=
S

<
x._Au__unﬂﬁ w il
30T T A v gu X N
ot KU oF U._o_mM%mE_:_o_E7._l_._ﬂlvlgl W_._ o_unn.vlm._m on - - .
H — o S ™ ~ ol qf | ] L N o
Moo gmy Proat 3K 3 0g ¢® TT o3 %
a8 S H g m o S S FOX g ™S & E
1 ol o |Oo_.F|,1_._._._6._ g s ™ A A~
mog_u._#muzacﬂnmxmmmeugu%_il_wgufyw_mﬁo_eoomoﬁ
o W c N0 > 35 2 = M - T =2 o= o RS
___x._ol_mml.molfu%_uamoWh Eo:EWsm__.ﬂr_oeo _M_ﬁu_.r_o__.rﬁ
|_=_=_060G_r__._: S ool o T < o 1 - & - U o =
o = o IH = = K = 1 1 = |.I|E||_Al7o__u_l_ = =
o < oo 2 - - = ™ T U o {o ol o_a_/...o__“_oM.r = W T
%_._.__u_.uMéH_:A_HIA_Hm_uH g = W S @ EE o~
o_em_.w_._:._|Mw_un_mH.__A|WL||U|ﬂ_n _OMo_._z..__._.__.A TN gu N RIoR
u_..__._._._A_.mMOm:OW._.A.QOT._\POMOO_EWME_E_.__E&|o_EE_EmW%A=I_=_”__ﬂ_o_._nE E=ll
u_.o_QluA_.AamnIL_l:___leﬂ____EﬁA_-_:oa.rowaﬁEﬁintgm._Du%_n_ =
m_lo_..re__”_C_AK7o_u.o_u.__._|=_mM41._o._A_|Ot._n_”_o_. = = . U of
A oK -~ 0 W ook W U e o_..E|.E|u_|oMD|Io
ol SHE KRSt Hos K T o3 T Mo Sm o
Uil OMEE@WHMWMNEHDLATLQ =
N mmo_nmo__m._nqﬂ%m_wﬂuuﬂu
° grodmam o T
of ﬂw T Howo s W
<F Am_el_.o_nwma_amww &r
4 Mo = o g R O R
o_n DLWWHTE .__.__“__.._MH_ 1
RO W_E|%maﬂﬂ0|._._ﬂwﬂ_1
ot X - R
=T , < o
M_.L..%.WA_.MW_%JW
%Wlm%ﬂwoumoaj
N ] )
mwf_uﬂuo_a_xw:_ewn
%L_HOMMWQ% L
O R oanogr T8 S T
3ﬂmox_oA_u_._|o_nA_ T
ojn o MIM - 1/ < o < oH
Wogg gy BT 8 T oy B
L U, g I i e
%Hooow..woﬁﬂo_&&
Ko 80 < K2l o Kok
mﬂa_a_mae_xa.mq
_.__|E_._._._Q_m“_|o_|r,ml_=._._
= 5
N _u__._.__u___._l - "
|OrO_ _._._A._._l_./IO|_7_._._ ™
S
hut —_ —
R -

=]

I:H-ol



nﬁ._nu_ﬁlm.__w__‘l_ﬁ(ﬂ W o_
-7 5 A ) ol U i
smgd  EERZsoTA 5 2
| o B2 EVHLE__IM H CE L _
S mLI__ol_%zrwyo__m:__h B DyumIgas Cd
s m uo&sm_m.xlh,%%ﬂnl_ CUBEIE _MWNM : =)
g T & ﬂqzoﬂllr._._l@mm_:o__muml < HA g X . o
N i T 2 0 J o1 yy o © _ W_._._Hﬂﬂoﬁ 2 R
7an_o_=_ |Lﬂ|._o| o ! N =~ % T o U of
2 5 = ol e R T v = S = o ﬂ_._ojz__ol_gaao._nroﬁ| 53
ol H m%t%m&ﬂ&;mma ﬂ%ﬂo_aw_ﬂémﬁg - =
DILlE.__._ |L|,_._.__Am0_4u_..oo_ - MO.W\.D.._ON.}.AM._EI AS K
u_/w_._._._ E_I._HHOILI.M_VIﬁom_.._(._MﬂW_L_H_L_._ 027AHEELI N = aME
T = oo ROk 5 |aqum$ﬂ= M os ﬂo___x___ hfd NS
i 0_.__=._ KO T _._.__O . _.__I_I_JILI|JI [~
ot I I K _QOL_H._M__H_._M%._WME_.WE?_‘ qumlm.u_u_.__“_W“umnMW & o
_LI.LI.S T Y v o =
GBs: ohpriifepeisis roTakIEiE o L
ez F ARSI g ShnlucmEd = W>
AT 7xﬂﬁmalaameﬁozm_wn_..m_vﬁu w%lﬁﬁaazﬂ b x5
oz = =} g ol X IJA|._I_:|5, n — o =y o T T
wﬂﬂAw E._OH._L_LHFE_“__N_WO_._&._.WQ.._IAI__“_“_H_._AW Lmom_ﬂ_m_ﬂo_lm_la._h_._._lm._ Kl .r._..__”__AT_
oL OHl 4Euuur=_=_u1rrl,2 u%tcl.___yfu o
ol B < o_ey__.__loW.WoT___L._Mﬂuﬂ_e 1 WEr o = X U Ty
Koo . o2 u_LnuEm.,_ulm.mu_/u;H__xul.m 1:__L1,WMLI__W% S s
H_.n._.ouDlo (memuul._loMmH._Ll.6o|\_Ell._|Elﬂ_,r(r\ “n.__MI_MmmMWHHEEEM:_HAH._._
=_._:THA_|LL|.Aro.___M_A_MoWEL|_._u7n:_._L.,4_._D| r__%o_e?,_”l_%__l_ﬂ_
JAu.rA_uuer_ N jo — O K Ko H_UBu.)n_._;H T
T = o o I—lE_A ~ = = i ||__.H_ Om - o—.E = O_|_ [>2]
_ll_IOMH_._ _/|:L7|__|__I_LI,_|_HHI A_H_
5 - Hm_n_u._E_EAH_..__._u.\.ad._Wmm:_lemM
%Emﬂﬂﬂ,ﬁamwog:w%1&wﬁ.
Haﬁwam|gmam$ntmmwww%uo-
aycc_meoo__Eo_EauoEa&A%mol_ﬂ
E_.__%r_._u._ N_.__r_aw.ﬁ._ﬁwc._mﬂmo%__mﬁutH
s 0 T E g mmﬂMm_o._hAnHﬂu.Mmtmh_.a
oln o U ol < 4 Ul T N @ Br T KO
%m+r$ I+ o S WMo o0
._oxﬂq/.r._ |:|=__.__“_WM_=L|X.__._J.A7 0 gn
NE___i%T_Uoz%éwmuwmmemM
m.__l__”__.omMuﬂ..H_u__o Ou&gwmoﬂo_XﬁwyoU@.mﬂ_E_oum
T = — oMleﬂu_._m._lz_e,l_/Zu__._._xT:I_a
wm_:oo_am+eﬂamkmwgmﬁewazg
ai%mmommp mlcﬂmw_l__mw;m
W H HEWMEHWW_La@%WW@@o_ﬁ
ué&%%yﬂpymo%
- «— KO KI




=

A
2 L|C} o|2 oI
Clsl OfO|

=
|E), X}7| zhg|

xio= O
o =
TR
ﬂumu._o._bl IS iy
o &R & R
_.m_.._.nrV | K =~ HO 1 o0
= Mu w m_=.__ g < o
aw ™ wa ZeE
m._..._hm._am_ A TR
Tx s T - K z © 5% or N
|A_|=__=_An_| Hu_.mw oF zl S T = 7
) Hm_?e_al %N___ % i 5 T T Y H -
@Eamaw U ] mmMswo_Eo_ayo_E% cB 8
s U= HE & = Jo of W K N .._A|H_ olo i W I oo on O
S o ) RO %0 .Eﬁﬁ 31 <k S ol o 0 an K
7@_uueq__oww I oﬂ-mEAaoéLﬂ1izm5§
_I__xlﬂmus_nuquzowmgﬁ =0 ¥ _ zomﬁ_wlwﬁwﬁwﬂwo: op B O
HHM%.mAgotmmE ) N zoulm.nr_._mmwoﬂuntc_.rm_éﬁu
AELEEL] 555 m._,wioiiiiﬁmiu
@ammqgmeg oz : Man@gETgrgm0qg
:._maoaa._ql_.._.ﬂ _ur_._._ #.w.r_nN of ._|m|_.._|||E_u._o_=_unW _u.___mum
i m o= ©l g M-z +r_:._o__uﬁ_|)t
_||___|_|_._ M_“_”_A_m.__._.._hAuEl r_._.um_”__.._ Iﬁ LIO_)A._._H_vo_mlA._W\..u_.._OMo_“_._oo
HDLHAI_OMNL_OL__% Hmorw o Wa_.mmuomo@%ﬂw mﬂAoﬂ.mMﬁo
= = — - o) K P~
%LWWA_.WEOQE ML__HM# ) OTExOJuMEﬁMﬁEﬁﬁpT_let_:
il o U mozo_eo_e Kooy S o LTI Irarero_Wch
_=||.ro==.A o ou S ) E 2.roOr_ mSVO+o
_Ju_.oMol_asoqum 1,1%1 X Qéﬁxo&m‘mamﬁioﬁa TN
- - : f— . | - N - =T
v/A\ATO_m_“_.__mﬂ,J_M_..__MM mMou_o_._u.s%E_u Hu7nwﬁ__.._|mmD._LomEo_HVW_._.6x_o
ﬂga_.l_iﬁlmo% rmneo:ﬁ._ﬁ %:.%u.o_o_ur;%%ml{_dw
05M|O_MEML0|_W4._”_A EMMLRU W‘o8_“__.__._.__”_ Ul.r_._._ﬂo__uﬂAl ult(|
oeueméstfjcgaIAT&RxMWM SR .No_:ou_muxm_hm_u%ﬂo
ng_/A;HAEEo”aﬂ%tue__::aMﬂ nOEEm_:__rEWuU.uﬂo._EEoM.r.ﬂH
Em_:_wuwﬂonu%ma;ﬂom@% wﬂ_M@mM%oQ?taﬁ.wmou
AxxTE@1§MmoAmASE7oS HOEEMIAO_E:_ S ¢ mH T
|2 v - F L Aa_.Ax_.sz .r___dun_e J.r_._ol._.Alo__.r. |r_o:
A_.r._|_._._.ro.M_.T+__.__| _rwaW.E; zl .__._xA =__=o_7.AE._r__50ﬂA|.rr=
po.mWﬂmx_. o o i .rmox_o|o__| ol% I_L_H_/uu
ztxetwﬁyzmx%ﬁﬂwg:@O__Eoo_mﬁ.mts_%._.w@cm:_.
mﬁaﬂMr2+oau:oryam_xp¢Jlon_.;:ﬁ_ttwogonguﬂ_Em_E
Hoa 25 ol = ﬂuxu(:/flljlo_.nalrx_iA)
;rxﬁo._SWQMEW%LQE%W;%Lou_wo L..Au__we_n___aaoo_e
A_u_loaoa:_%%u_,7Mﬂ_._L Em[ﬂm_:_uSEOmu_/u.__cWa_hyogmmo_o%
Aya1-M§E__m_r q w3 o _ugg__ZE%oMLm;_Zo%___xAAT
| 2 mo° .:||O_._._._ _._.__An_l:lllpl_|_u._|l.r LIA|.rE_._._ " F
O__“_m mun_l_u_M| .__._ Llnﬁru_n__._._nM m _/OM on _._.__._7 _H_HO_AOF_._._._O._m _.__._ IH_ﬁH
+ = <m0l = = 1| T an
H_‘_o, [ ____._A___Sn_ |IL|W._|SE - In_.__n._
“.r_._ML_AL bgoo LIoMO_/ e _.__=_7|HI_A o
u“mg.n_mla__%:Qram.&uwmonvm.a):&f%ﬂ
@ B s 3 ) N 5 25 — & il
sAoﬂﬂJ mmoevmoquEmo:_em_nELlE
LR mLCm.LEonEH_Jo:O ._.HEHE_/X
Vﬂu._.n_uuu_/uﬁ_mmcamuﬁmm_n_ﬂWﬂ
A:.ﬁﬂma_f__%waJxI.Lﬁ
O_._._ln_AII._A._A_”_r_ &
OMu_l._Hﬂr__E____.:.o_._
(lwwcd*o._._._ra
c H



SHX|EH 22 EXMle MUE K=
Shprintzen 2008; Unique).

i

2hX| $o ™ X|&E 5= QUELICH (Fine 2005; Baylis 2008;

“Ode= MK, 2], 71271 A, 8 22 A AFZ0 . O[F B &st7| Ao 2”208
“Jl4E 2ok 3 7ol 32 QAL S 2. M-S0 AoX|%0] JUUD, X|FE Aest X|AHO|

A 53] 2212 BSOHU=H O3S B0, dHo 23y A0l +=8F AL ¢
Z0tR. N2 o +8Y A0 AZ2 X2 HAIO|A LIojo] SEA Liztoja. JHA 210 E
ZIEXE A2 BF HRoz O|R0Ma. MRUL Xl gMoz EF 2|8 MESH= Y-

% S 27X Y= ol4 17t L= Z0| £ E7| SE0|Q” - 44
«lHs 74 OIEE TSP7| A|Zole. dEE 23}, MAN, 12|10 902 =2 A2de. 14Ls
AYE BECR Yo = UK EES LOtET| AS018. -84

“114= KpAIO| =77|= A3t 2R o) ChSH SIAFAE S St 20| £9H0{R. 1= 2Z0|Lt

29 Y1 chol 238l=

FAIHE At83ile. Os ozhel HIS0|

“de 20 M7 HH X, F2 B2 =S MES tetE AASH |t 22 e A

CHENRE St s 7t Ao R 184/

rlo

=
“JHe= S0 2d2 0188 2. 7HE TS HE2|=0 & SootR|T &0 &=

S|SB MESIA ALBHR. T 2 uf BIS0| 9@, O] HEO) AHFS0| T} et

%e YoLET| BSofsR. "~ 204/

“IUE T2 T, Mol B0l Bo| 49l 23|12 BYole. " 254/

Bl

% 20| GEE B2 =201 VCFSTH 9 oS B Ik 70 F¥hetn B RS,

Ol WRHKIE YUCIFO| BR4K|9 Bl DEET, LIS FF Q& 100YHCh 1Q X

80-1202 A 9|0 SLICE Ol VCFSTH QUi OFOIS B Aol Hot W=k Haruelol

IQE 7HXI 3 XIS, Bro] 3 P 00|52 0] HA ML U2 108 XD ULts
U ol LR NBEL SEFIt Y, F2 27

10
=
r moe
=
[
o
>
=
<
(@)
M
wn
N

=
Ue =
258, Sol, &0 OS2 FHSLICE 0|23 SSTOZ Of0|E2 oM EEuSS
#Hotof BhL|Ct CHE 22| Of0| &2 Bt (Unigue O 210|2] H2| 34)0f ChL|X|D, &t&
| f. LHHX| 20-30%2| Ot0|E2 E+uSg BE &=
Ae B E Ch= A0 =30| FLICH CHE & 719 7o) ostHM VCFSTt e
O{ X}ot0| £0| HXIOIO| SR &&50 A0 oSS B HEeCD StASLLCE Ol O B

ST

e
fo
e
1
|.|']
30
o>
-
[l

Zost A AL|C} (Antshel 2005; Fine 2005; Okarsdottir 2005; Roizen 2007; Unigue)
ol2{st EFst at5TOHe| ZutE CHE22| Ol0|F2 217, Hropm 7|, 7|0 M MTiFO =2
Z£2 45 .

o
2 WD BEE 48, 9% £2, 2HHZ SHOME O 0222 HELUCH
L 509l 00| STt VCFST} s HAE 90YS (HYOR & 7

10



O M gj7|Qt oMy B = &2 HAX|E ECt gLt
(Woodin 2001; Antshel 2005). VCFS7} 1= OF0| &2 8liE 917(0f
o 2 B0l AXTE Of8idt= Aol olHZE HE += U
AOM HiR= HAE YEAJLICE AlZH7HE, =, A2, 37]0]
O2{2E 207 TL|Ch ot Ya|LX| Y2 AFRE 74X
SEIEX| XL oto|Clojof TASHA & 4= ASFLICE g FE=
ZH7t & = UA=0l Ol= 0t0| 50| 24t ALHE 423

UA7| WAL Cr 2{T B 2J5HH VCFSZE U= 010

r

N
°
A

0|

AAHLZ 7|Y3ts 7|20t 20 580| O Zota, 5t SHEL;
8171 S80| o ZotH, F HIAOH ot Yo7t A= A=
OfATLICEL 0|52 2MZLEC 21 [atst= AS M25t=
Al StExtYLt steS SHRek7| /3= o2t &4
S FHH WY 2Eof LTt 20 F0IL 7Rl uE
EZ0| guoh 282 Y=ot 0|00 otn, B2 ET2
ArESt 7|/ EE HHEH o= LE{F o BLIC Ot0|S0A =
Bt=ah F20] YoM U= Aol =80| =1, HRHE 2E¢
7t2H0| =80 € AYLCh £ 0|52 292 HOH, 2
HEIE A8 st5dte A0l S8 =771 E = ASHC

} [}
(Shprintzen 2000; Unique). 4/(f/ 3 7/7 ,'s"vj

Z2 22q11.2 ZHSZ 0| A= 5-54M Q1 ARIE 1728 S ZALSH G0 M Of210[QF HAHO|
‘delez HO{ZHHAM 1Q7F ZAstitn U RS E LT (Golding-Kushner 1985; Green 2009). 0|2t

THAE A2 O B2 77 EHagtLich

“1= AFEHE AYSID ARH AL 25 AAZ M. MXH7|7|Q BEE 22 20|

B2 - 44

d}b
oo

rin

“al= o2 B SR, &17], M S, S92 ZEolie- 84/

“dH= oM st WSS 57| flot AfE 22D Ao, A= A 271 A00F &4,
FR7HE O|R7] floiM= et Z87F AO{0F 32, #of A2 Yol S HS Soff oto|~
270|g 2 HiE W AIRERAOR! Ol 230 3. DHE 0 45| = AHE0lo =,
0| JHE HE &6t =t ” - 104

“Je gitstuo] 25 E5UsS ®ote, de st atst 242 7|25 52
Of{@otX| T, Fof, Ol 52 Zoi’. d= 02l Ot0|=& fI8iA A& &0, J8s 21
SMNE NFHL (O 28T A2 OfL X2 MEorR)” - 114/

“Oe= 28R +=Fo EXEES 7HXL As 1820102, O =AE T38| o /ASHAIZ, R
GCSEs(E& U =& 2= UEOIR. oI USRS CHL{ A7~ 184/

“dlE 59, O, S00lg, A=Y oY, S0 Z2-8S 2023712 A &H0| A2 X5

CHStmof CHAR. 4= Rt RE 447K 0L 7L} CF 9o ” — 204/

“Il = st Az LU 2B Staof CHEl, GCSE OI&0lM CE 2toie. #3tos 270
F

YRS, yRete TR - 254/
“I1l4E 028 Totn 0[0F7| 7t YU TS BotelR. - 3147/

11



S iy

: o X 2 or E

ol - = N o
:os 2 T |7M [N .r_. oF o7 I N =
I s R s RCR R oloRO kU 9 = ool oF o
< z 2 3 o KO i 1of o= 20 L 2 o X urr
.- z 2 ||_.=ATHE xLImOmuIE._H_Ao ur
§ ¢ R o <0 _ MW T B g+ 9 = ~

s = g < IutHWe' ._._.A.ru S ¥ om =
i = b [ Hl or — 25 ol |_u_._._|._m _.__._ 10 _._.I I_/r

< 4 =& © g = ol 0 W< W
- ST s s AT EWto_na .A...__
M H RN o O oo _n_,ﬂ_@%@m_hx
| w3332 g=fLEisril o
v o Rps oI Wm ol op YoM B 33 M_M o
> 5 0 =z 0N < IF 200 uim_,w_.o_eﬂuo =
2 g mdum RO =3 Tyt o
: MHOL__EOHW NomL Wol_u__._nﬂo_:_w
. Edrmiag TS 82y ®@a o
mnzoln_luﬂ.___ WRWBZ“H._:%O_E i
58 S « ° - QD T 8 2 oo I H
23 g I Ko m__m oF mu 5 Kk o R Kio ™ ol oy < o
58 . 3 %0 o *© RO i > x s 1T ¥ w
> . = =0 _._._._ o s = O.rDA._.__AE.m_I.F X
o 2 RONE ol < N ., © mh o R o =
H 2 = £ — 1 d o T n_|||._|._o._ S |..A|7=_ %0 0| 2 o =
S 3 W & gy o3 N K L O o Sp x5 O 2
<] B - L R — - T |_._7A T . T in
z 3 LA K KO o X U & My o o RO2
5 g = g m TR ofgy OIS H L

E £ <Y 1 ol < (SR i © 3
2 — Y oo B0 o 3L RNy Zo%o of
r * i o <fr NOK N <0 ol =g bl
Bl o < L ol e X W og Y = o
X —% c Ho& ol ok e 1o I
o U 52 22 = 1 ) —~a %R ¥ kg 9o bd g U
<o < = O 5 - = o= T L .rEﬂ./lCN\ 33 — N i
G s BN T ooy X oz B0ou NN =T R
i M wmoErd3iEY,FETIESE RIEY ZIEILE L
a_._Juﬂ_m._erﬂom.q[mo .A_/___m.mw%ohwﬁ_:_sa_um%n_u_.wr__aﬂ|M
< PO ~ c S < HFE o6 <0 U KO = = o ol B[l = 2 o
<0 Rl = N oom OF M § <0 B o o naE KEF L 9 = B
T I L e T v P kRl sm Tamd 287 % -
K|0 KOKo o I g1 & W O & oF o > WM KT o< = 3 L a2 s X E Mmoo
Aﬁ_c_ao_mBma%m._/M\mJ___aﬂuwMuIﬁ_Mo_EME_E g s ox o F i §
.r_rmor_rwﬂowx_rz_.gem.%ﬂ.ﬁﬁoﬁﬁﬁ;%%ﬁ o Mean =
lgg MU =3 gL wa TrB @S W KB SE TS m
PlRuz M T L 850 I ® IR Noop o B > e i oop o
.rxo__.__l__ﬁ.u_%ﬂonM%lﬂEo_nﬁxo__m_.._.n.uuA_uﬂW@E,o o W ENFo o R o
KO 20w ™ Kool 5 K T mEdElnagoeo=sr ettt =X gmwme o 3
o= 20 =~ S>n 220 o H S {0 N T h o N o i

- 5 o_ O_-._ ._o_._ o _A._O S LN 0 O__“_ 0 WK T & 'y wn - N =

™ Y ol or )UKo & 3 ao g X S = I N A G = N L B~ (s B N VR
vor_x S IK IS SIS WME TSt E DDA R T

12

a mHalof A= gz ojofFLCh 23 Cf

b

o
=

2t7t

2
=



7h 7Lt ZojT

Ral
fl
ne ojo
10
els
rc
I
ju
oo
=
i
\J
I
_l'_|_
£
ol
2
ol
rn
nx
ro
=
ol
g
ol
10
ne
I

B

N
m
o

(Ventricular Septal Defects; VSDs) &1 &0| & HI Al (M4) )\f0|01| A= Hof
|C O|2 Qls &alo| 21Z MMM QER MAE =0, 28 H2
totA gluch X 2& 7HQEE CtEL . &
2|7z gLt 2 vShe E8 FHER
7] fIsiM =20] HagLct

(VCFS7t U 7%2| AFZHE0|AAM 20ELChH MEOA Li7He Eato
O] A& of7|52 MEOIN L7t @E0| StLto| o] Eate MES
=gl 7h_ HEUEE LHELUCH O] tLto a2 28 F o4 2o
A

=
tojel ¥ #5271 glo] vSDE =zefgtL|ct YBH o2 WE &5

N 4o
fr o2 n> mjo
o ol
o

N
o
N

oy

ek
12

)
=
£

OF

ol
0L 5 o
n
tu

(NI i
> Ol 2 P

HT
n
mn
<2

$0 ot Ho

mr 4
e
o
12
>
N

L

i
d
N
-
i
>
o
o
_El
se)

|0

e

5%0| A E0EL|CH 5% (125|0|X|o] =& &) G/

o ATl WS HLIC

A2 (Atrial septal defects (ASDs)) A& 2 L|7| E0{2= F ME ALO[o] 2FH 0
=3 Eél-‘é‘l—L_lEl. olg -o'-EoHS 9_|E()“A-| QEZOZ 2201)\1 1L1|§ 2= 'c‘stH9| oF
Agto| ZFO| w2t CHED|, AFEH o 2 BH5|=X| 082t 37|0] 2}
MY O A = UALE F= A2 A7

il

e
o ot E{ TS = R
=z
3
M
(V]
N
0
mr
_?_
ruTﬂ

-+
oz J

N
N
H

o $© o> 44 n% K 32
nr oz rE

N
N
p
N
T
_r',
Fﬂl

[ -
= =

0x O ofn
o 2 12 1A

ox
0z
I
o
tu

i

P Iy /19
o
E
ot
12
oo
12

o oY
k<)
=
3
o
>
Q
<

| )
[0}
>
(o]
(%]
m
HTJ
1ot
O
mlo
H
=

oI
ofn
12
10
1)
41
d

ot o

-

o

ot

0x
>

ot [

n U
of
oy rlo

Ral
o
el
=2
—Ho
1
rlo

nz 0%
o
X 0 =

]
&
i
al
o
bl
2z
bl
|0
H og

. <@ qjo o= mjo
u
i

S22 (hypoplastic left heart syndrome, 2% oY
=]

F&HL|CH); O & EHE-.E (bicuspid aortic valve; 418 CHE2

i
=)
T

rot
oz
0o

-
N
[0 ogt
lo
u
[ob Hr
m om
=
=

Hu
2
|

|.|'|
Ju

ek 30 M\

¥0
mjo
rir
H

=]
k=)
—Hr
M
Ot
rir
oY
0%k
mjo

]
>
$0
>
-
o

VCFSOIM 7+ &

THEEEE L 2HME 71X U
of3f 7§7F 20| LIEte = [AFLICE 71 28t SH2 2= VCFS7F As At
70%0l| M LtEHLHE 771 Q17|55 H (velopharyngeal insufficiency; VPI)O|
THRAFL| 7|52 22| of|HX|et 7| o] FZut HIZo| B HEE 5
AYLCL 0] 7|50 offH MezE YI7HX|H EHato] 23| Eo|X| G vpIZt &

= —
USLIEE vPie MY 2/ (A7), 7IsH 2 =X (T 252 UMt

0|=0| o

|II> o
-
[l
H T —
-4
=~
lo
o
0z
rlo
:?:
Ho
finl
02
Ot
. £
m
30 39 IZIII','-'_ g
= oy mn
n o 4
J(lf: T_Q
Of -]
rir by
A

N
5

tA
rir
°

13



o8

A0 SHZ2A =X

HiCtC
=22

sUC oz 1rps

of #&

=

=

elo] & & AFLHch

|

=

o
o, o H|Z 22 0}0|

—

#3110 VCFSOl A

HEA
= o
HAS| o2 2|

E|X| G40t

Ol Al LtEtLIE =R28
fLIChHOl ASLICE 77 7S 7HX| 2

=

2 EE ot LHE0| HA = dtest HSS AH85HA &

F

S
=

=]%<]
=

A0 A 2
As

—

=

=

HiClC
=

=

=0l Ejor|e|
Lict g2 oto

UASLICL o= 2lsf &
x|

X

A
T
=

B

ol

I

7| | A L Ch(HO[X] 90 A= 21of £

e

]

Lch SRotel BAMA = 7t&of

L=
=

b

F0|

A A o

L|C}. Ch&2 2| Ot0|S2 Lto7t S A

Ot0| =2 A A HAE Blftot St

04
Ujny

oo

old
=T

HOLX|X| T,

Rl

St
=]

AtES T3 OF
FE71et

o

=

o,

[

[

Ol BHAl

[

7| o+=7|

ZEZ(PTH)
2 Aol gi& LICt (Van den Bosch 2002; Repetto 2009; Unique).

—
.
_'_C>

A
7| W of Lt

el
Me f4dd
B5EE 28 R0t7|0| HEOX|
ES

iR 22| ot0| 52 WM W LMK E M7t sl Z=|X| 2, L5 OfO
O] SAACHH

=
e
= At

a1
[}

=0
=
CC

-

4

el/tatel uf

co
T
ALt

x
(]

q]

Ol=H 8% A2 LItk VCFS7t

I

=~

fLICE O]

X
=

<]
x
(=]

Lict. o
@e of
14

==0 &

oI|AL 2] 8"
Lict Z0jet Y2 F

F

ol
=
2
7| oS 710l A

EECEL

AN EES
o
=

=

=

=

=

=H

(Smith 1998; Sullivan 1999; Davies 2001; Sullivan 2004; Unique).
UAZL .

7| W20 ot7|e] HEsEE 2L EBHOF

oto|
Z+
=



Klo

)7t A& B

olo
AO

0| AELICt (Wu 2002; Unigue).

=

=)

Oftx

2HZE (Seizures)

=

(
ST

Cl

o

LIC}. CHEE2| 20tof A &

A Ol A
T A=

=

|| CHEE0|1 EEG(| Tt AL O
[

AKX 2t AIE

o
EHE l_|-E|-
NE
VCFSO A Q| =

|

o
=
(=]
S

s

jol
ol

IH
iy

i

300

1 0]

[

o
=}

o
(L

=l

= WiLHZ| ?{oH
st

00| 2t 9

3

—

.
o

Lich j47t o

=]

tE EE3F UniqueQ|
Lt

=8

7l Med YLt
—

ZrZEA
(=hml

H

Ot oll k2t e & OFE LT 2k

Al
ch.

=

{72l O] LtEt

=~

oL

.I

A

7.
A PS
]

F

£)Q Ol 2|1 Mz FI4E0] =7

z
=

g S018)

pNgel
=4

o
AlZIof HHo

3

—

.
o

cC

-

s0ld
Oto|7F A BA &1t HAH A7t
o &8

b

C
=

b

=]
=

i of =
A Z=4 0| 0|42 VCFSHA E3tn

VCFS7t = L7 00|52 FEO| ZH7F ASLICE 7t
of

Bae[of AS LT (Unigue).

ol

ok

70
4

7.

Jhat p

ESA LEfL

=13
=

= g

o= 2nEof
= JAELICH (Ryan 1997; Unique).

7|

[

.

O ?1= ol AALE M Y

ojste

| 31t

9

=
.

4
15

[

c o

=

FALE &
L|C} (Ryan 1997; Unigue).

3

=

.
o

H

VCFS7} U= Unigue OLO|

[

[

AN 7=
Hl

O

L

Ch2|2l IEh7t

=1

[

[

of
St 71|



=

=

A

O
(L

X|ot

[

oro
s

| B o

o
[e]

of i

=

=

Ot0|=2 tE2f OfO

x| o}

rH

oM 2

=
o

7RI JAEUILE Uniguelt °lEHE

—

o

S|
A
B

'

=

S

o
I_—||_,

SHA|
, VCFSZ}t

=93
=

017
of, o LILt

b

—

o
o

Oofl Al
1 QR0 T XX

L|Ct. OFo| 52

UgLIet

=

=

A

=

o
A

FLIC} (Ryan 1997;
i

.
o

=
A
T

o
AN

o
=

[

o

AL
oA At=0| gl Aol AEHEL (Unigue).

|

=

o
g0l § &L 22g11.2

[

2 HT DL O 0282 HIIE
o

Choiel 8% At o7

—

x
b X227+ H&E LT (Ryan 1997; Unigue).

L|C} (Vogels 2002; Unigue). &=

=7t
0| 2= Ot0|E2| 2f 322 10| ADHDZt ULt B[O QUELICE At

=
=
ol
PN

of= O] =A<

=

=

o
HAHO| 14-45%0| A 210 E|0f

IL|C}t (Fine 2005; Antshel 2007; Jolin 2009; Unique). X2

=

=
o

O{ X}0tO|
g

=]
—

—

Of M ME=Z Lj2{ X

= Ot

I

.
=

k=1
AHo =2

ol
P
1=

(i

2 37|12t =

.
o

s

O|At2 VCFS7} Q= O} 7|

Lct o
x

i
oj3t
°
£ ofo|

4

38

9

7l
LEEFEFLICE 7t

A
Al
LICt. OFol=

=22 K

F

=

H

o
KOl= 5-11%01| A &7

Al
UAELLCHL 2=
VCFS7}

.
o

1

ol

X|=317| 2lH

=

Of

Xt
(=}

Ol ELICk VCrS7H i ChEEO| OfolS 2 B

o
=

=

=
[

El

[

[

ZHESH

%22 ADHDE 43

£ EI0M=

ol
=

o

oj

fLIC
TOIAM

12| S+
=

=

.
[<]

l

OHI-E
!
43O MHEZ DA EL, & 322 12 AFREAH OCD7Zt A/UELICE (Gothelf 2004).

|X‘I
~

]
2

o

N
FO L Ict.

U 4 ASS AN

10| A 7t
AFEZ| 2t Ab

o
[

|

e
[

[

o
=

|
o, Of

[

0| =& LICt (Yamagishi and Srivastava

16

=

-

VCSFZt U= 2 EHO0|A LIEtLE

fL|Ct (Gothelf 2003).

2003; Prasad 2008). VCFS

AYLL
(Swillen 1999).

ars
=2


http://wiki.medpedia.com/Attention_Deficit-Hyperactivity_Disorder

QFAH(AFALO] O

A2 =7 B )1t

S

A
e
_|_9|
—
e
A
o
=

I ~ o= ..
N sﬁo_l__a%wdo__mum m.=__
ol ol x.A._||_A.__._H0A=_=_.ro__=O

- = A} H_2.__A|o ol = K
NI ._.p_u.__/?Ll,.__._mW,_ln_ul'n _ mo LoMf oju
v S R B Mo mM.rmH.r_.rmvro_om ol
o 1S} oo n_o_on_IA.r.r
S Ty &WwEmAOxc__o__A@ El
0 S 5 o =2 & - bl -
0 O OEWOM___.:_.Mmo_ED_.WMuE_H__U_Emﬁﬁ =
e LT o r o ooy W i K
ORI T ;N T o 2 L o 5 A 9
S umATmoﬂc._ﬁo__g_ongm_ﬂ &)
e R TR IR ) Kz

JU B[N 0

o2 T = 5l o 2 ° O KY =
oo oWEm_.o_*_H_mnWHmﬂu._vﬂw_x <+
B o B .|._|.ro°a_=m_=| =T 5 o sl
o piziapecaziic )
7 ol RO M Ko <F wy Ko & 20 o < S =]
T @ A TR [N s Y - Ko or N .ol L
I K i s KM Tof ST o N IR | 0
e i oL@ 8o - g WK R K 2%
_7“_“_@ _._.T_Omxﬂm_ull._l :._”n_ <0 N _A_oul__.__._h_.:._: ], ; = rH m.MOu_n__._o_._ |r7A
ol ™ 0l - S ROl oKo oy ol ot g O 89.___%_1._,1 = iy s____
=1 =0 ey .A_._._OOJI _.A._o_l {|m 14 5 5 v _ﬁﬂwoml.h_l %n__
ot < 7m___wx_:_ow___lﬂx;i_i_.mf# Wli,_%gmﬂ4m.m_.____ s
o ol m_mo____ﬂn_.,@mmmluu.u.a___tux N "=
<0 AU Hx_oMAT%o__mio_:_EWmu*_ﬁmoa__: mmﬂwo_no%”.JLRW T
Ko 2 w2 Hu:Tﬂﬂmosw___l TR % R T
o TOROB O U T s> R T B E R it roH=
R 1§ E%rﬁg%%ﬁuﬁwo_aﬂ# 1,7o¢¢mem_%%_i%| = B8 2
UK THRR TR TR QgD T o W o o
A R T HER Wy s 2T n_mﬁ_.|a_1mﬂ___=_a_n_._lﬁ ¥ ook
.Auno /OE_Mmul.ler_._ﬂlA.mﬁ._l_l_.___._._mmn_Jl_H_ m..uOOEm.uro_._.__E_u_Tl.ln_”_ooml mmﬂﬂmw
ﬁml PE_Emaﬁﬁ_u_:ocw_a_um_&mowrl aok_uﬁﬂagw_.wo_a%_E%mm mmma_eu
oV o T OI_OI_l jariy b~ I.|m_.r_Hlﬂ.u| — oo [ +— O
qo_.%u_.@ol_inm.xx_:ﬂ____mAwwmoﬂ_ A._,ﬁw%mwowuc_.::amommwwh%z”_
...L|)..N|77|,L|Woao|_.r_%v R a4 - O = = < .
%m@mWHT___wTQﬂm_Loamouwm:_E&.M aunnmzmnwwoMmmA%wMUw;mm
o|2_A_oE.|__| T K o — I o M < g K 10 H s < oF %0 I = 10
_u._ans_o.rMoru_u__u_.r_o_H7E0U_3Ho_.u%I d4 % TR =T
5 & w ._||L|r__._._K2,Oa — = Klo o= oop o=, =
a I N Zw T TH S F O 3 0 on = o = Ho s
oju o & = TN Tl A I R [ Y oF @ 2 0 w H md 1| wH
= ol © 1 <1 4 o 5] - = o u[i| A
aﬂa%mjltgm_%gm__ﬁx_ooM%me_gmw___mnAmngm_mxo__mmxmﬁ
W00 g oy N o] <K o of Eﬂll_m_.n?n___wq_ox___momoa_l_lt,g%.“o:_u
> 9 ol o0 T Ko Of A R mpjfe_ﬁ_n_.xoﬂnr .
m_._oH_A_oo_._ﬂ._:Ho.L. ._|o.|._|F_%7h_AHJ.Ju|xE“1 g

.r_uﬂw_._nn_._u._m.x._|C|ex._/S\=_=O“-
o ou <m ok nd F <o <ol our & S K
"W ot KX KX

17



M= Aofa.” -

1841
“:L |_:|

Ot s .” - 204/

= 7HXZA Ao Q. 200l XY 225

ol

[

w|
<l
&l

HMZE SAXI2E, =AILE OFEO| 7}

[}

of

Lo
&

J

-

fod
ol
H

ofn

o[

0|4

I

of o|of 7|o{ghLct &

=
=

ol ol
, 3 AT S =ol

Lo,

H

Ct

LA ELICt SRS VCFS7F QL= OfO| St OFE 74X 2 VCFS7t

x
(i)

=2

OtS7| LHLA

o

o

[

S|
1

=

=
g
18M FE2 ol

S|

o
2 g

3

—

of CHE UL,

L|Ct 219

.
o

EH|

L|Ct. o™ O}o|
2ELolof

—

[

=
=
s
SL

s

Ch

19M HE2 25H0|1 SSHO|H =

Atz AL LIC} (Shprintzen 2008).
H7H 198 ASLICEH

b

3
=

=

b OJXI HH42 GCSEO|A 3702l A &

—

Xoff 2 AHo|7h A LICE ol=0f U= ot

LTk
T
=

I
=
=13
=

.

o, 8ol

[e]]
P N

=

.
o

Of B0l

=3
-
=

=

b UniqueO]| 2l5tH LHIHO 2 AtE7|
Xt

VCFS7} Q&= Of

b

—

=1
tiZol 2oL ot = o

70CH
22q11.2

[

[

[

il ol 7y

R
2| 4o

Uniqued|

P
LE30 A ELICE 2042

Ag A7t T2

GCSEs(g=

=
=

A

of X|H0l

= NZ

[e] =
PN=]

i

t

.
o

=
=
,olE

Ho

2oLt

|y
177} glonf w3t 1ol

F

ZI Mo 20
oo O™l

ol

Sl 0,

=1 e

[=gp S

edRolE, 22|20

O|Xt A2 0| =&0f2| GCSEE

b

—

.
(s}

oM 251t

=l

=]

CIAF M| et 0§ Z7HZE LT 214

g2z XtEtE L o

04

K
Kiio

8f ALt AH=

)
=

18

ofl A X2

=
=3

gfo|a
&0{5t0 Ranger Guide(ZA7tRE 22 A)0f

=

=



NEL2Z ASOYSLLCHL A3 2 7|22 7HX 0 el Ate| MEE AL TV BEe
AE EOISta (3] =2tot) &% 022 71X e |0 20| ASLLCH JH+&
BAEH 2250] U S-AUY oSS 85t AS LTt (Unique)

VCFS7F = 782l ol i E of AF0|N 8%s EXlsS 7HX2 1, oF
50%= XS AN Aon, oF 322 12 Z0|o SSEE 7t 1, 8% 0|0
SSLo SEFE JHX| L UL EAMRE L (Bassett 2005). 22q11.2 ZHE2 70|
A= 19Fo| dolg thH = of It CHE A0 MEH AZH Ogf & AE S M<*e= Lo
UAOIM SEESELCH =3 50| YO{RX|TH Fol|d, A0jo| & K& &&/7|AY
LA M & XtO|E EO|X| LRUAELICtH (Henry 2002). £ CHE HTO|ME RHH 7} VCFS2
ZICtEl = FIEHE GRlo) 2T S F10 AT E ZIMSLICE A7L0f £olsh 19| 4 21(0-
524y F0IM 322| 2= 1SS E EAVU D, 72| CHFE2| ATE2 7PEFRRAS

OHi-= 2| 22 HH|AL AH[Y, SFHIE 0] AUSL|CH(McDonald-McGinn 2001). VCFSZ}
UAe dolof thet Fa A Y F otLtoll= 3O ASL|CH (160[0[X| 2 WS 2 &)
(Chow 2006).

VCFSE 7I% MM S0 M2 CHE O|lfFe AU

OtZ! 1 O|RE H Olslst UX|& RBIX| T ALRS| |TIXtet 2H40| of d&tg Sirtn
OfAX| 1 ASLICH

22q11.22 #EE X[E£H ol A

VCFSQ| Z4E2 22q11.2 &0 A= o3 XS0 ZAE|of M7l At 7540
S&LICHL VCFSTF Y= AMZIES THEE (712] 90%) &F 30-400{7) HEo| SFAIES
ZER| A Qe 229112 &0 3Mb 37|2| ZA 0| UELICH(Lindsay 1995; Carlson 1997;
Shaikh 2000). 0|5 H¥ X0l ZAHH(typically deleted region; TDR)O|2t11 EEL|C}. SFX|TH
20| AFHE2 15Mb 27(2] 22 ZAHE HX|AHLE 9f 24740| FTXIE Eedh= HIHEE 0
ZAS 7kX| 2 QAELICH (Fernandez 2009). 22q11.2 24 37|2t FHE verse| EFE

=
AZAAE = LHO0| JAYLLE 2 STTA = U ZRSLICL KT, S 2ot 2HS

rlo

7N AE 7HE AN e S0| CASHA| LIEFE LT,

ATFAS2 VCFSE O Ofalst7| fI8ll CHAXQl H2E #otd ASLICE 07[0= 2291128
ZHE MRS Of oot A, e s HAH REASO tist A, FHE 018 A7t
ZotEl L ZHEO e Y0l U= 30-40702] RPAE0 ZF H AYEY A= A2
OtgfLICt SFX| T, HAFXS2 FMHM 2290 A= 7Bx7 FTA2| 20| OfOtE O] 2o
S3H0 SYSRTEL, FE, EEHU €= LM, Y, HEssE)a AaEof
U Aol2t 7|1 AZLICE 7BX7 FTAE T-box10[2t= THHES MEE= HYS B2
KM YLICE T-boxxOff £t FHALS2 Efote] HHEAMNM =51t H7[5S UEEL
Q% 4L 2 YLICH T-box1 T A2 FZ 0t 5O 2]t t, EAHS ISt 2 SYS,
Aol 1z, Mt HLAMDE ZH2 M(gland)Q| FAMH O dretof| e EhL|Ct SFX| B VCFSTL
AL 7BXT RXZE B E 25-30%2] AHRHE2 AZEXM7t Sl=dl ol 78X7 /T AL



TRkl

20l &

AR

]

Cta 23 QL&LIC}H (Prasad 2008; Scambler 2010).

LG

L|Ct (Prasad 2008). COMT

A
=

AN

LEh o
o

I
=

A

e

.
o

=

tLrel /ARl commel 22 ds EXMet udd
=

H =80l

[
[

F

ST = HEE AIM

b

—

.
o

I‘V

o
—

FX]
=

s
S7t

0|

[=]

o ASEH = 7]
=

=Hof 71
A 22

Al X}
[=NC]
H el 2

74 Al

= =2
O
=

ol
||r._m

Weog® c sy
U] S K & oml = =
&l ou %0 53 H
od _ _AO o =T o -, =

o o o ¥H Al ol
= 20 & KO 2 = 3
4 BB oy 2R
T w;_:_ m_% o

K DI — o K o~ L _ o oo [
44 oo 4 ﬁ..__ JA..A_u <l <l o = 1 o 3N Ho ~ S ol & o
oo 2 EeRs U = .. %0 Rl RUBU <o | | Bo| [®o Ruf| 20| | %0
RS ®E m_ﬂﬁ 0 %0 o =< o aran | | m] |u | | | =
) 0y uln -, M 0 R0 IR 7 mo|l ®
= 4 Bl “._.__.E %0 0 ujn HOD/ K _A_O oV K /M RK K4 oV K 10 Kq
ke Tmg <
I T
m LS st Mo M
e ST o TRV 1| By S = =
A S BT S I C R
o0l & g 9 0¥z g gl
EEEMHE_EW_%WOM
TAGEY L N =
~ WY oa = O o Hws © &

U & ) ot W - N L0
ns > - S <k QWW_._ = XQ N =~ CI%CmBlﬂRTCRB
P2 aUESad8ad & BoaXNReESRSs8axixdacs
-— & [~

grwEmn > g ®mW o SERPUOCCIESCROGRTRC<AR
005 oo B g g 0N RN .-
o BOMO DL &0 1 Ko = . T

S e 3oy
X 3 449 10 T B0 of S~ -
= Q = Ou_lr _ 7_._._ O_H ~o -
s O o3 W= T Sl JPtae
_._I_El_h_lwmu_._._ z0 AI_H_ e = q //// \\\\\
K T g gadgsac o0
meuwma_c_EATmom SN
! X OF oF ol = 1M o
e joll H
RSy 9Foswy M.w
LI—A —_— — — e — ~ —
ol m Loo wm ~ Ho__m ol om A_u% e %%
L._mUr_; mxww o__._._ O_HlMOJ QY - I = T
____._DL_._LMEE_:A_%Hol it el e o e
NO_EHO_EO_”HWHO&DA_.W
%l #1 oD ol o F0 31 {of m@_eo
OF 70 ™ oF &% zW W 0 Q o3 &

20



=)0l
ARZt
7+

=

=13
=

S{OH AH
=1 o

FL|Ct VCFS2t

L C O
=

Fofl 7t gLt
= X=

Yot A20| AS LT (Liu
HSa0l 710

—

s
AHAOA HEE

o

OF
Lct 22q11.2 ZA S

‘Mz 2olat
2 20| Yx} E& Lx}

= =

=

I gs Ao ZEolrt E
=

| g8 A 5H S

VCFSQ| Cf
o

[

A

IS

2
9

=

=

I

.

O:
= o

E2
EMAI
A0 0
AHME 2

=3

T

5l

=

=

[

=
=

=

DGCR8, ZDHHC8 2|1 GNB7TLO| Q& L|Ct.
0 AtZFORCE C

7E=l‘c‘>‘|-E

[

LICt. De novo 22q11.2

F

o

b HO| VCFS

—

=2
[SR=]

Lt
s

.
o

I

=

off ofE LO| LOJLILIR?

PE[Of UCH OfAX| = RTAZE 2 A0 e o 2EE SH(
o

HMH REXLO

fL|Ct (Bassett 2008).

In]
=

Of ZHeH

=

[

=

A70| Z0)
=

F

L|Ct CHE22] Z2 (90% O|4h, 22q11.2 &4

F

=

S
10%2| AO|As, 22 5

3

(Stark 2008). Et™O|| ZDHHCEL GNBTL RTAE BF =
of

M=Z7F SdE I == Xt SR}

VCFSQt G2l Ot

2002; Paylor 2006). ZAA |0
+ & HCt

e

de novo (dn) 2= 80| At
o]

oto| 7t

2o MK

of Z2E[ALt

=N
=2

3

st

o=

Kr

ol
=

HAMA el7Hofl A

[

10| XHH 0 AH 22g11.2

=0 o
CHA
=]

LIC}. StLt O] 2| |7t

A

|O] LTt

=0
= =

1

e RPN

4 X

o

Zte ESX| ¥&LUCH 5008 2 1HEE LIEHLE
[s]

.I

I HHE EHE QX
0| Z40| FHO| &|R/YE de novoll B0

Lol otojof A o]

I3

i

o

1o

fu|

ir]

Lo
A=

LICE of2{gt ol 2o

3

.
o
=

10| =[x =

(@]
[

)|

=

21

O &= HH 2ot = o0 O #1o 2R E OfHLCY.

J 0 A 0

pN|
=



AULER?

<+
]l
ol
W]

ofl

il

il

[

[

L
O
=

Lch

=

FLICE PGD

[
=52
=

ol
PIN
S

FL}E}OF

—

o
b (PGD; preimplantation

=
C
—
[m]

=

ZbX| 0 ACHH, 20| =
—

0% RSLICE 8Lt 0@ E2AH f2 el HAL At g2 M
x

x
(]

q|

£ A2, VCFSTH Yl of7]

(e]]
AN
E S

o

0

ey
KFA
A

x

=]
Ofl ol =2[st7] 2
Hela"8at Bjot dHS B 5, AZot HiotZh iote| Xtz 0 AfefAlZ L L.

o
[=1xe)
—_

g2 F2HO SMA It o X|of e} Ct
=gl

=

O UZLICE O ZP, YTl Fux
=

UX|2HE VCFS7t /= o7

St

‘0] Ot L.

[

=)

Of G| RHEHEO|Lt 2291125
7t

3
st
=

A
(il

o
[
genetic diagnosis) &M

VCFS7}

s

ol
od

A
e

(=13
=

t

FXIZE O] HALZE M A

b ASIOE VCFS2| {IE 0|

o

AA

29 R F b FAAR Efore] HAMAIE

olo

.
q=s

AlX
=

LICH. HArE et oz Of e
O =80| & =+ AF L

ol
PN

OfCIMLt ZHs3H 242 ofdLict Efote)

S E s

[

[

[al

ol

ofu

<0
Klo

#_V.|._

VCFS7}

ol
od

)

Zt
=

ojnu

Klo

Jod

= ASLHL
A2 20l s RLT (7

XHO|7h USLEL

oto
LS =

22

4

LICH 22 7tF WM E

=]

L
ot EfOL7t 22g11.2

). VCFSZt = AHEO| Rp4lof Ot0| &

ni

I

[=]

EAl O™ A2 Of
x

2
S

VCFS7t = XM 2| Ot0|= A}
AAlorct X0 A o] Z2AME S2E &E0| 50%, O
50% 2! L| C}.

VCFS7t

LH



A 2
“IlH = dEstn AL

“1HE ofe SEsia.”

“1s FA0| S2BA 22|01 LFA
AEPA ©HX| gotR. O7 Q2[0H B2

Yol7| 9ol BE 3

ofR. JiM f2l&
o %9_'"

As LHFAA

23

1 70| 7t msta

He Alzsje”

o of& %2



VEEEREE T

\
ol GMA e XE 2s

The Stables, Station Rd West, Oxted, Surrey RH8 9EE. UK
° Tel: +44(0)1883 723356
U nl e info@rarechromo.org I www.rarechromo.org

Understanding Chromosome & Gene Disorders

Max Appeal
CIZ=X| B3, VCFS, 22q112 ZHB52 2 7t5
www.maxappeal.org.uk

i
!
o
[
s

GAK| 2281 22t ot X[ @
www.c22c.org/

FBOIME, NHSTF 22q11.2 ZA S20| U= MHSS I8 el 72 7|28 BrEsLC
W0 229112 24 SSEL J1T AIRES I3 03] BE CjstH 22y =
A o

FHs MEQ7t 0] Abs Xof o] F2|H0| A=A

==

Unique 7t&5=, 22H0f CHet YEQL X|JF 2 ?I8H Uniquel] 7HUSHAI L.
Uniquet HH2ol =& Q0| MY =2 7|2et EXFO 2 2F & X4 A L|Ct 2Hef
7H58HA|CH, X 35| @ ALO| E https://www.rarechromo.org/donateS S8l 7| 28| FAA|2.

o7t Silg B2 4 AT EotFM !

HA: Zot 0Ol FHAEAL (GeneticsMode) t. M d
Z fots D (EYX0i Y A RTH QS E) eneucsiviode

Rare Chromosome Disorder Support Group Charity Number 1110661
Registered in England and Wales Company Number 5460413

24


mailto:info@rarechromo.org
http://www.rarechromo.org/
http://www.maxappeal.org.uk/
http://www.c22c.org/
https://www.rarechromo.org/donate

	구개심장안면 증후군 (VCFS)
	염색체란?
	염색체 결실
	22q11.2에 대하여
	염색체 검사 결과
	46, XX, del(22)(q11.2q11.2)dn
	46,XX.ish del (22)(q11.2q11.2)(D22S134-)
	arr[hg19] 22q11.21(18894865-21808980)x1

	가장 흔한 증상들
	22q11.2 결실증후군은 얼마나 흔한가요?
	22q11.2 결실이 있는 사람들 중 건강하고, 심각한 의학적 문제나 선천적 결함이 없고, 정상적인 발달을 하는 사람이 있습니까?
	예후는 어떤가요?
	임신과 출산
	성장과 식사
	4 years
	3 years

	얼굴 생김새
	발달: 앉기, 움직이기, 걷기 (대운동기술)
	발달: 손-눈 협응력과 손재주 (미세운동 기술), 자기 관리
	언어와 커뮤니케이션
	학습
	4세 3개월

	가장 흔한 증상들
	 심장질환
	 구개 (입천장)
	 면역
	 저칼슘혈증 (칼슘 결핍증)
	 신장과 요로
	 발작 (Seizures)
	 시력
	 청력
	 뼈와 골격
	 소화
	 치아
	 생식기 이상

	행동
	수면
	사춘기
	VCFS가 있는 어른들
	VCFS를 가진 사람들이 서로 다른 이유는 무엇입니까?
	22q11.2와 관련된 지속적인 연구
	유전자: 증상:

	왜 이런 일이 일어나나요?
	이런 일이 또 일어날 수 있나요?
	만약 VCFS가 있는 가족 중 한 사람이 경미한 증상을 보인다면, 같은 가족 내 다른 사람들도 경미한 증상을 보일까요?
	VCFS가 있는 저의 아이는 자신과 비슷한 정도의 증상을 보이는 자녀들을 낳을까요?
	가족들이 말하기를...............
	Max Appeal
	염색체 22번 관련 질환 지원
	Unique 가족들, 질환에 대한 정보와 지원을 위해 Unique에 가입하세요.


